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(California Newborn Screening Test)

‘Unpwidhuubph unnignudp Juipnn £ thpytp 26p Gpahough yaupp
Juu Juuluby pnpe ninbnught Juuwuguodp: UnpuwshUubph utinigniup
Jupnn £ h hwjyn pbphbp npnowjh hhyuiunnieinitttp niutignn
dwunijuipht, npnug pnidndp wtinp E uljutp wuhwuwun: duwn
hujnntwptpnidtu nr pnidnidp Jupnn Gu Jutuuwpgbip diwdnp
ptpqupqugnd trjud Jyuupht uyuwnuwgnn hhquunnipiniu:

bp pninp Unpwidhtutph wnnnenipyniup wuwonuwubint hudwn,
Uuihdnpuhugh twhwuquht optupp wjwhwuenid £ np 2tp
tptjuwt wuwpununhp Jepuny punniuh Unpudhuutph Unniquuta
(NBS) Lutnipynit twjupwt hhdwunwunghg nnipu gpybip: Ugu
pulnipeinitp unnignid | htnbgup fudpbiphtt wunuitinn hwnedy
hhywtunnipynitttph  wniuwjnipinitn.

— @ Ungputhnjuuuwljught B—-—7—
vwputh by Jumnwpynn phuhuwljut
thnfuwgnbgnipiniuttp npntup wnwowguniy
LU Fubtpghw ti Juqund Gu hyjniuguwép:

m Lunnyppuughtu =
hnpunuutp npntup wgnnud Gu dwpdth
dniuyghwitiph dpuw:

— @ Ntungnphuwhu |B—
wnjuu Jupdhp pohoulipn npnup Ypnd Gu ppdwdh:

Snipupwiugnip tnwph Ywihdnpuhuwgnd, Yihuku pyny onipy 625
dwunyulip npnup Yniubtwt wju hhquwunnipiniuutphg nphil; dtlp:
Uw tpwuwynid £ np uinniqquid jnipuupwiuginip 900 dwiunijuiphg
uninwynpuytu 1p niukuwnt  wju hhrwunnipiniuutphg dtyp:

( Ujuwd 10pn Eghg, nbubp jnipwpwignip unnbignphugh nwly pluljinn hunnniy
hhqwunnyeyniitiph gwulp):
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Uju hhguiunnipiniuutphg nphik, vkju niukgnn
dwunyulipp éuntunh dwdwuwy Jupnn Gu
tptiwg own winnng, uwljuyu niubUwy [nipg
hhqwiunnipyniu: Gpp wjunwowtutpp h hugn
quit, dwuuup npe Juuwuduwdp ujunnAwntint
Jquuliwpgbnwdp Jupnn £ wpnbu nip (hub: Ugn
twuwwwnyg £ np hhquunuwunghg nnipu quipnig
wnury, 2tp dwunlp Gupwplynud E uinniguut:

Ujn: Ukip ynnuhg uinnigynn ugu hhyuiunnipintuutph dhdwdwuunipyut
hwiwp wpynitwybn pnidnid winjui E: Fnidnudp Juipnn | ubpunbg
hwiinntl] utnitun Jud npbinnpugp: Ut dwtnijubpp npnup unwtnwd G
Juin b owpnitwuut  pnidnudutp, Jupnn Gu dhéwtwy Juikibinc
hwwp Gplup, wpnynitwpbp utp: b hugn pepdwé npng
hhjutunnipynittiph hwdwnp wpynitwdbn pnidnid gnynipeini snith:

Uwnnignuip nu putnipiniu £ nphtu Gupwpiynd Gu dwpnuug vh
npnowljh funwdp, h hwjn phpbnt tpwtg, npnup wnwigbp  Gupwlw
LU wnwUuAtwhunnni hhuwunnipinitt niuttwnt Juwught, Unguhuly
tph Upwtp pynwl Gu pt wnnne GU: ‘Unpwidhuubkph utnigniup
hwjntwptpnud E dwunjukphg punnbpht, puyg ny pnpnphtu, npnup
ntubu Yuthdnpuhugh Opwgph hwdwdwiu unnigud puquwphy
hhywiunnipyniuutiphg vtyp Jud wybiht: Unniquuut puuniput
npuwiuwt wpnyniupny hwuntu tynn wdttu dty dwind] wupunwnhp
sk np niubtw wju hhwunnipyniuutkphg nptik vklp:
Ulmnwdwtuwstwu hwdwp hwpljudnp Gu dwtunilgh
wnnnewwwhwlwtu jutwdp wwywhndnn pdoih Jud dwutwgbnh
Unnuhg Juunwpwed htinwqu putnieintu bt quuwhunniy:

Uwuut Yypniuyhg dhpgynd U wpyutu ¢h pwth Jupehp Ge ppdnid Gu
hwnnty dhpinpught pneh Ypw: Shwunn, unniguwt hudwp, wpynoip
ninupyynud £ twhwugh Ynnuihg huunwnguwd jwupnpunnphu::



Ujn, uw wuwnq b wuquhng puunipiniu E: 12 dhihnthg wdbh

Uuith$npuhugh tnpushuubkph wipyniup yepgytp £ hunnny gnpéhpny
wnwug dwujutu Juuwu yundwnbint:
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‘Unpwidhuubph unniquwu putnipyniup whnp b junuwpgdh dutuuu
ountunhg wntudwqu 12 dwd htwnn, uwuju ny nip put vhuske 6
opwwt wwphpp: Swphpp 12 dwd quntwinig wnwy Yhpgud
winyut npwlp, npng Unipuhnuwtwught hhuwunnipniututph
hwdwp, sh Jupnn wwwhnyb] putnipejut hnwwihnieyniup:
Stinwquynud, putnipiniup Ypyubint hwdwp, wuhpwdhon k
ytpgubp wpyuu wyp Win: Gph nnip 2tp dvwutuwu htn dhwuht
hhquwunwunghg Juwu dutnwwutuhg nnipu qup twpupwu tpw 12 dud
wnwphpht hwutkip, nnip wupunwynp tp yhpununuw; hwenpn th
pwth opjw pupwgpnid Gplpnpn putunipjwt hwdwp:

Shywunwungnd sdudwid dwunjutipp Utnyuwbu whp b unwuwu
wyu putnipyniup: FPw whnp L Juunwpgh twpupwt 2tp dwuuu 6
opwjwu nunuup: Nhnwaugubkghp 26p dwuljupwpdht, dwuljuu
pdoihtu Juwd 2btp nbnught wnnnewwwhuwljuu pudhup 26n
vwulwtp puubint hwdwnp:

Uwnnignithg Jupnn tp hpwdwpdbp vhwju fuhuth npnowih
Upnuujutu hwunguniuputiph yuwnAwnutpny: Ujunthtinbt nnip
whwnp L unnpuqgptp hunnnidy Ati: Ujpnunbn Uodnid £ np uniniguwta
puunipinit spunniutip Jupnn E (nipg hhuwunnipiniu ud
Uotnwljuu Juwuguop wundwnk] 2tp Gphjuught: Ujn Abinod twbt
Uoynd £ np Udwt wuwpuwquynd nnip yipgund Gp
wurhwupjnwuwnynipyniup 26p Ypu:



Ujn: Upjniup putunipyut hwdwp niqupynd £ twhwugh ynnuhg
huuunnuwd jupnpuinphuw: Lwhwtuqp putnn [Wpnpunnphwubph
wuunnwupubpht [penptt hiinbinud E wipnyniupubph hntuwihnipyut
Juwh [hubpnt hudwp: Swqqunbyy £ yunwhnd np inwpudyud
hhJuunnipynitutphg vblp niuttgnn dwundyp shwjntwpkpygh
Unpwdth unnigiurt npuljut putnipyuu vhengny: Uh puith
hwquiginun hhquwitnnipyniuttph hwdwp, vhugt owwn phy pyng
hhJuwtun dwuntjutp Jupnn G hwyntwpbpgbp unnigiwt dhengny:

Gph pulnipjut wipnyniuputpp npuijut Gu, 2tq htn Juuugbu
Qtp hhJuwunwunghg nnipu gpdtiinig htinn th pwuh opdu
pupwgpnid: Gpt pulnipyjut wpyniupubpp puguuwuu G,
uninwynpuytiu tpynt owpwe htiinn pdhojutipp unwund Gu
wprnyniuputiph ophtwlp: Fnip Jupnn tp 2tp dvwuljuwt putnipjut
wnryniuptipp  Atinp phiptip 26p pdoihg Jud Yhuhyuwghg: Gph
2tp pdhoip snith wpnyniuptipp, tw Jupnn E o
Juuudty Unpwshuutiph Unniquutt Opwigpht no / ’ ‘\
wwhwtugh] Uh ophuwl: {k ‘ o

Gpt nnip putnipeyniup punniubinig htinn
nbnuthnpuyt tp, yuinwh tntp np
hhywunwungu nt 2tp vwuljutu pdhoyp Jud
Uthuhwt niubtu 2tp unp huughtu G
htnwjunuwhwdwpp 26p vwuljut
puunipjut wpnyniupubph yapupbpyug

Qtq htwn Juuudtnt Juphptu niubuwpne ‘*——Q N
nbuwpniu: NS




Gpt wipnyniuputpp ppujut GU' wuhpuwdhon Yihuktu hud Gy jurg
pultnipyniuutp: 2bq UhtnwAugubtu GoAjud twdwl yniupytu 26p
hwenpn puytiph Juuwuwygnipywdp: Swybpjwg putnieyniuttiphg
htiinn, gwn dwiundjutip npnug wnwght putnipywu wpryniupp btnbp E
npwliwu, yupqytb] E np tpwtp hhquunnieiniu sniutu:
Ujuntudtuwuhy, nnip whwnp £ pyht wuqud puuty twp 26p
vwuwup npnyhtiintt wyt dwundjutpp npnup ntubu wyu
hhquwiunnipintuutiphg phynig Ukyp, Jupnn Gu owhb Jun
nunpuwunuihg:

Gpht wyu hhyuwunnipyniuubpp s65U huyntwptpybp ne pnodybg
ouniunhg wudvhgwwtu htwn, dwuntyp Jupnn £ niubuwy (pipg
wnnnswwwhwliuwlu pupnnipiniuubp Jud tnyguhuly dwhuwtw: duwn
pnidnidp Jupnn £ Juwthiwpgbitp wju pupnnipinitttphg owintpp:

‘Uyniputhnjuutuuightt Shywunnipyniuutip

‘Unipunthnfuwtwljuphtt hhyuiunnipiniuubpp wgnnud Gt dwipdtuh wyta
Jupnnnipjut Yypw npp oginwugnpdnwd k Yepwyniph npng dwutpp
wAlwu, tukipghugh, b yepujuuqudwt hudwp: Uyn daubph dbe
gunuynid Gt wdhtuwghu peniutp’ ughnuwlnigutphg, fwpujught
penutin’ Awpuwtiphg G opquuwljut ppeoniutp’ Awpuwtphg,
nintphg ti pwpwiputphg: Uju Unipbpp tipnhbpne ud
thnfuwtputint hwdwnp whpwdton E enzyme-ukp (uuhwiuwlnigutip
npnup gnponid tU nputu phnphthwijut Juitnwihquitnnpukin)
Ungynn npn  uwhwnwlnigutph wnunipiniup: Gpt wtnp tnud
enzyme-utpp pwduwpup swihny GU qunuynid, npng Ujnietp
Ununwiiynud Gu Ubd putwnipyudp nt Jupnn G Juuub] dupduht:
“Unipwthnfuwtwught hhquwiunnipniuubph vwuinnipyniup (hund k
wnwpptipn wunh&wutbph: Gph huynuwptpdnd Gt twhwwbu, wiu
Jh&wjutphg owntipp Jupnn Gu pnidyb) (npg wnnnewijua
pwpnnipiniuubp wundwnbinig wnwy: Fnidnidp Jupnn b Ukpunty
wlhwinh wnnnonipjwy, ntnnpuwjph, nhtnughtu jpugnwdutph, Go/gud
hwinnt] phtwnwgh dpw juhunn huljnnnieiniu:



Uwnnptit pipdnd 5t NBS Opwgph Ynnuhg unnigynn npng
Wnipwhnuwtuwuiht hhyuwunnipiniuutp.

— Phenylketonuria (PKU) — PKU niukgnn dwuntljutipp
ndJupnipinitttp Gu niutunwd Gpp nonnd G0 uwhtwjnignyg
hwpnun nuntihpubtp huswhuhp Gu Jupp, Utpuwnjup Updph
Jupt nt yuwhwoén Jupep, vhup, Antu, Gt wuwuhpp: Unwiug
pniddwt, PKU nitutignn dwuntjukpp Jupnn Gu b hwyn phpbg
utnwynp ptpqupqugnd GiAjud niubund GU wyp winnnewljut
puwipnnipiniuutn: Nunnnl] uttnupht dpuwghpp Gunnn E
Juuluby wyu pwpnnipniuukpp:

—# Galactosemia —Uju hhjwunnipyniip niutignn dwunjutpp sku
Juwpnn punniutp npngwh swpwputp npnup wnlw Gu Juph,
wwhwon Juph nt Ypdph Juph, ti wyp nuntihputph dty:
Unwtg pniddwt, galactosemia niukignn vwunijutpp Jupnn Gu
ourtn owun hhywunwiuwy i dwhwtwy: Uwundjubph hudup
hwinni wwhwoén Jupu nt utniunp Jupnn Gu qutbp wyu
pwnnnipyniuukpp:

Maple Syrup Uhquipht Shjuiunnipjniu (MSUD) - MSUD
niutignn dwunjutpp ndupwund Gu punniut] Awpubp G
uyhtnulnig: Fniddwt puguljuynipiut nhupnid, MSUD-u
Jupnn E wund&wnt] dinwdnp ptpqupgqugnid ud durh:
Sunnil] phtugny pnidnwdp Juipnn £ Juitfuty wyu
pwnnnipyniuukpp:

—® Medium-Chain Acyl-CoA Dehydrogenase
UupurJuipuipnipinit (MCADD) — MCADD niutignn dwiuntjutpp
punniuw skt Awpup Eubpghwgh Ytpuodtine: Fniddwt
puguljunipjut nhupnid, dwundjutpp Jupnn Gu niubtug
gugnuwfutp, éugpwhbn pulnunipinit, Yndw, Gi Unythul dwh:
Fniduwt Uty Jupnn G dinubp hwdwhiwyh Gapuypnd Go
huiinnt] nhtnu:

— Homocystinuria — Uju hhdwunnipinitup niutignn dwunijukpp
ndJupwunid Gu purgpurtp uwhunwlnigp: Unwiug nupduwunidh
vwunjulipp Jupnn Gu niuttw] wdh nuiununnid, wsph
pwinnnipniuttp, Gr/jud wyp wpnpowljut pwpnnipiniuubp:
Suwnntl] utniunp Jupnn £ oquly Juitfubint ugu
pwnnnipyniuukpp:




Endocrine-uijht Shwunnipjniuutp

Endocrine-wijht hhwunnipinituutp niutignn dwundjutpp
ghipuwpuunpnd ud ptpupununpnd Gt npng hnpdnuubp: Uwpduhp
Uk, hnpunuttpp wipunuwnpynud Gt ghndtph vhongny ti wiqnnud Gu

dwpuuh $niujghwubph Ypu:

— Congenital Adrenal Hyperplasia-CAH (Fuwdhu
Jptphudught $hndtph Ukdwignit) — Uju hhdwiunnipiniup
ntutignn dwunjutiph ytptphjudughu giindbkpp sk wiptwnpnod
punqudnipyut nhd wuypwpnn hhutwljwt hnpunup' Ynpihgngp:
“Fiwptiph gnipg GpUnt Gppnpnp gnyg £ niwithu, np dutindjutpp
unyuuwtu sG5U wpnwnpnud wn G uuhnn hnpunup'
wnnuintpnup: Ntnbiwpwn, wju hhduunnipiniup niubgnn
vwunijukpp Jupnn Gu qupqugub] spuiqpynid, gugnid, G
uniyuhul] dwh: ULy Jud unbih vty punniugnn nbntpng
pnidniup Juipnn £ oquty uttubint wyu puipnnipiniuttpp: Uju
Uh&wlp niutgnn wnohlutp Jupnn G Uwhbr niubtug UGy wyg
hwybjup pwpnnipinit’ wntwudwt wpunwpht utnwljut
opquititp, npp Jupnn E niqnytp yhpwhwndwtu dhengny:

— Primary Congenital Hypothyroidism (Unw9uuhtt fuwohtu
Juwhwuwghndtph Nnpunuubtph Nuiljuu) - Uju
hhywtunnipinitp niutignn dwuntjukipp pwuduwpwn suthng
Jwhwuwgtindiph hnpunuutp sniuku: Unwiug pudupun
hnpuntutiph, dwuntjutiph wdp (hunwd E own nuitinuin Go
niubund G dnwdnp phpqupqugnid: Uju pupnnipiniuubkpp
Jupnn Gu Jutulgbp dwtjut wdku op twwiny hunntly
JuwhwuwgbnAuwghu nbn:

SNtunginphuuhtt Shjywunnipiniuutip

Stungnphup gunuynud £ wipyuu Jupuhp pehetubph dtie: L
winyntuht tnwihu E Jupdhp gnyt G dwpdth pninp dwukpht
Uwnwljupupnd  ppyuwohtny:
Stunginphtwght hhquiunnipniuutpp hwidwhu
wnwewgund Gu vwudupniunieiniu
npnyhbkintt tpuwup wgnnud U wpyut Jupdhp
pohoutipnid qiniynn htivngnphuh inbuwyh b
pwuwlh dpuw: Fnidnwip Jupnn E [hubg
ntnnpuypnd, dnihy ppynd G tptfuwgh
wnnnewljut Jh&wyh puhutn hunnnipjwup:




Uwnnplit pipdnid Gu dh pwith htdngnphtughtt hhquiimnipyniuutp
npnup Juqund Gu tnpuwdth utnniguiwt puunipyut vh dwup.

— Uwuqunudbki Fohgny (Sickle Cell) Uwiljurjuwipyniunipyniu
L Uy Uwuquinuidtic Fohony Nhyuwiunnipyniuutip — Uju
hhyuwunnipinitutpp wgnnud Gu dwtut wpyut Jupuhp
pohoutinnid guinynn htdngnphth inbuwijh dpu: Uwundjukpp
npnup niubt dwuqunudbkt pghony hhywunnipinitt uipnn Gu
owupnptu hhquwiunuwtwy Gi Unyuhul dwhwtw] unynpuut
Jupuljutphg: dwpuljutphg owntpp Juipkih E Juttubp wdbu
onp wuwmhphnnhy punniuting: Gwpnitwuwuwt
wnnnowwwhwjuu utwdpp G juhutn huljnnnipnitip oqunud Gu
htunginphtwiht hhqwunnipeiniuukp niukgnn GpGuwutpht
htwpuynpht swth dtwp wnnnyg:

—& Stungnpht H Shywunnipyniu — Uju hhguiunnipiniuu
wqnnud E dwtuuu wpyut by qunuygnn htungnphth puwtuwlh
Upw: Gpp htidngnphtp wdbih phs £, wpjwt Jupdhp pehetipp
wytih thnpp Gu: Upw htinbtiwupny twbt poheubph tpnhniup
Junwinpynid E unynpuijwiuhg widtth wpwq: Ugua
hhqwunnipintup niutgnn dwunjutpp Jupnn Gu niuGuwg
uinuhg dhtshr uwunply uwjudupyniunieyniu, htswbu twbc
wy] wnnnewlwt pwpnnipniuttp: Anidndp Juipnn k
hpwluwtwgyty wpywt thnpiutpuwpynoind, $nihy pedh
punniunwing, Gt funtuwthting npngwiih ninnpuyphg nt
nuwlut oquugnpévwt wupuwupubphg:

Ujn: Uthwunh wudtwutu wuonuutungpyut dtp Jupsuljut
Jquunuutph dJwupwdwutnypjutu hwdwp, Jupnugtp 14-15 Eetiph
Uondutipp Jud vinkp htunbputin: Unniquut pupugpnitd hwdupud
wluAuwuwu ntntynipjwut dwuht npbit ghwgnpdud puguhuwnnod

[nipg wwwnhdutiph Ytupwnpydh:




Unpdtpp Gupwiu b thnthnjudwt: vunpnd Gup uinnighghip 26p pdolh,
hhywunuwungh, Jud NBS-h hunbkputinh huwugbng putnipjut ubplu
wndtph hwdwp: Medi-Calp, wnnnowwwhnipjwt ytpwpbpyug
opwghputipp ti gpliph pninp dwutwynp wwuwhnuwgpnipiniutbkpp
JAwnpnud GU wyu putnipyniuutiph huwdup: Updtpp tbpgpjud k
hhquunuwungh hwgdtigph dtg: “bnip NBS+ dpwgphg hwydtighp stip
unwuwnt: Gpt 2tp wwywhnjugpnipyut htin hwipgbp niubuwp,
hinwaAwjutighp 1-800-927-HELP (1-800-927-4357) hwdwnht, Jud btph
nnip niubp twhwytu Jawupjud wnnnowujuljut dpwghp,
htnwAuwyutighp 1-888-HMO-2219 (1-888-466-2219) hwdwphu:

Uuwih$npuhwih optupp wpghind | wyquihnjugnpuijurta
puybpnipiniuutpht vkpdbp (nyu pudwybint Jud stnju hwdwpbint
wiunuwdwqpnipiniu, Juu pwupdpwgubint uwltpp Jud
JquuwydAwnpnwdutpp hhdugbng wuhwnh ghutihujut
punipwiqph ypw, Ukpwnjup Unpuwduh unnigiwt putnipiwu
nupwgpnid wunwiwtwswd hhyuwunnipiniuutphg phinig uvkyp:
Gpti wyu fuunhputphg nptik vtyp YGpwpbpdnd £ Qtq,
hbtnwaAwjutghp ytpnhhoyu huwdwiputphg utihtu: Opkuph nbd £ Uk
woluunwup dtpdbp hhutdbing ghutinhjujut putnipjwt
winnyniupubph Ypu:

Gpeh nnip htus np pwuny dinwhngyty tp, Jud wntnul tp 2tp
putwuhpnid gninipiniu ntutignn hhjwunnipjut dwuhl,
funphpuygtip 2tp pdoyh htin pt niphg hug putinienitittin Jupkih £
Juuwpby: Unpudhuubph Unniguwt Lutnipinitutph Opwghpp
unnignid E qpbpt pninp unynpuwljut pnidbih hhguwunnipyniutbkpp
Utpwnywi pninp hhywunnipinitutpp npntup unniqynid G, wju
opwgpht suyurnjuiinn’ wyp punhwupuwgwd Unpuwdth unniguiul
putnipjut Ynnuhg: Opuwghpp quwhunnnd Eowagg
hhjwunnipinttttph wdbjwgnudp Gpp Unp putnipeyniuubp b
pnidnidutin nuinund Gu dwinskith: Ujunthwiinbpad, twhwugught
opwighpp wdtu vkl Unpwhugn hhyuunnipeyniu sh uinignid: “hn
wybihtu, unniqiwu htin dhwdwdwuwl dwundjutpp whnp L
niubtwt Jutntwydnp wnnn9-dwunty uthnignidutp hdwtwgne
hwdwp ph huswybu § wdnd dwundyp, wwyuwhnygbint winwqtpoévwt
upuynwittipp, Gt unnigbint wyu hhjuunnipiniutttph wnuwynipiniup
huswtiu twhbt wyp wnnnewwu pupnnipiniuutp:



‘Unpuwdhtuubph Jhtuwpwiwlut quimuquitnipjuu G tnp ouybint
dudwtwl] twpphp juwtqupnudubph huynuwpkpdwt tinnuutph
nuwpphpnipynitutph wuwndwnny, Lnpudhuutph Unnigdut
Lutnpyjutu Opwghpp wyu Jh&wjutpnid qungdnn unpuwodhuutphg ny
pninphtu Jupnn £ h hwyn phipbp: Uhty uinniquiwt npuljuia
wpryniuph pwgwhuynnip wju unpudhtubpht npnup wnwyby
Gupwlw Gu hhuunnipjut Junwught wpnupwgund k;
whunwAwtwstwt épwighpp, unniquiut puguuwjut wpnyniupp sh
pwgunnid fuwtqupiuwu httwpunpnipyniup: Ounnubp whwp £ dhon
nipuwnhp (huttu tptjuwgh dnn wju jpwiqupnudutph yepupkpyug
nptict, Upwuh Jud whinwiuowuh hwdwn G unphpnuijgtt pdoyh htn:

I. Unpwhnuwtwuwht wiqupndutp
A. Udluwgpuyhti lvwriquipniuibp

m classical galactosemia

B. Uuhtn @pniutph lvwiqupnidubp

m classical phenylketonuria (PKU)

m variant PKU

m biopterin disorders (4 types)

m argininemia/arginase deficiency

m argininosuccinic acid lyase deficiency (ASAL deficiency)

= citrullinemia, Type I/argininosuccinic acid synthetase deficiency
(ASAS deficiency)

m citrullinemia, Type II (citrin deficiency)

m gyrate atrophy of the choroid and retina

» homocitrullinuria, hyperornithinemia, hyperammonemia — HHH

= homocystinuria/cystathionine beta-synthase deficiency (CBS deficiency)

= methionine adenosyltransferase deficiency (MAT deficiency)

m maple syrup urine disease — (MSUD)

= non-ketotic hyperglycinemia

m prolinemia

m tyrosinemia

C. Opqulwljwir @Ppnttiiph lvwtiqupnivubp

m 2-methyl-3-hydroxybutyryl-CoA dehydrogenase deficiency

m 2-methylbutyryl-CoA dehydrogenase deficiency

m 3-hydroxy-3-methylglutaryl-CoA lyase deficiency
(HMGCoA lyase deficiency)

(pwpniiw{nyeynitip hwgnpn [eh dpw)
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II

= 3-methylcrotonyl-CoA carboxylase deficiency (3MCC deficiency)

m 3-methylglutaconic aciduria (MGA), Type I
(3-methylglutaconyl-CoA hydratase deficiency)

= 5-oxoprolinuria

m beta-ketothiolase deficiency (BKT)

m ethylmalonic encephalopathy (EE)

m glutaric acidemia type-1 (GA-1)

m isobutyryl-CoA dehydrogenase deficiency

m isovaleric acidemia (IVA)

= malonic aciduria

= methylmalonic acidemia, mut —

= methylmalonic acidemia, mut O

= methylmalonic acidemia (Cbl A, B)

= methylmalonic acidemia (Cbl C, D)

= multiple carboxylase deficiency (MCD)

= propionic acidemia (PA)

. Quipuughtt Ppyh Opupnugdwlt urtiqupnidtbp

m carnitine transporter deficiency
m carnitine-acylcarnitine translocase deficiency (CAT deficiency)
m carnitine palmitoyl transferase deficiency-type 1 (CPT-1 deficiency)
m carnitine palmitoyl transferase deficiency-type 2 (CPT-2 deficiency)
= Jong chain hydroxyacyl-CoA dehydrogenase deficiency (LCHAD deficiency)
= medium chain acyl-CoA dehydrogenase deficiency (MCAD deficiency)
= multiple acyl-CoA dehydrogenase deficiency (MAD deficiency)/
glutaric acidemia type-2 (GA-2)
m short chain acyl-CoA dehydrogenase deficiency (SCAD deficiency)
m trifunctional protein deficiency (TFP deficiency)
m very long chain acyl-CoA dehydrogenase deficiency (VLCAD deficiency)

Eunnyphuughtt Pwuqupnudutp

m primary congenital hypothyroidism

= variant hypothyroidism

= congenital adrenal hyperplasia-salt wasting (21-hydroxylase deficiency)

m congenital adrenal hyperplasia-simple virilizing (21-hydroxylase deficiency)

L <Gungnphuwshtt Mwiqupniutp

m sickle cell anemia (Hb S/S disease)
m sickle C disease (Hb S/C disease)
m sickle D disease (Hb S/D disease)
m sickle E disease (Hb S/E disease)
m Hb S/hereditary persistence of fetal hemoglobin (Hb S/HPFH)
m sickle cell disease variant (other sickle cell disease, Hb S/V)
= Hb S/Beta’ thalassemia
= Hb S/Beta* thalassemia
m Hb C disease (Hb CC)
= Hb D disease (Hb DD)
m alpha thalassemia major
= Hb H disease
(ewpnitwnyayniip hwgnpn Feh Ypw)
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= Hb H/Constant Spring disease
m beta thalassemia major

= Hb E/Beta’ thalassemia

= Hb E/Beta* thalassemia

m Hb E/Delta Beta thalassemia
= Hb C/Beta’ thalassemia

m Hb C/Beta* thalassemia

= Hb D/Beta’ thalassemia

m Hb D/Beta* thalassemia

= Hb Variant/Beta® thalassemia
m Hb Variant/Beta* thalassemia
m other hemoglobinopathies (Hb variants)

Unpwohuubtph Unniquwtr LRutnieyutt Opuigph
Ybpwpbpyuy hwydbpwy wnbnbynipyniiibph tr Opwgph
tUhengny huyinirwpbpynn hhyjwiunnipyniutibph
wuktnuybipphtt gnigujh Jvwuht, wygbjtigbip
www.dhs.ca.gov/gdb huwnbiputiinh hwughht
ti htinn ulinutigp Newborn Screening
(Unpwiohtuttph Umnniquwrt LRulinipynil):

www.dhs.ca.gov/gdb

L ]
/ il | ] 'y

l" :.ilm““”“r:Ll_ﬂL.
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SGLEUNPE3NPLLEP Gh UULSUSP UG@UUUL PrUdNPULRULELPL JGPUREG N )
UbLUMMIPU LGP OTULNRSUSQ-PI
CA UNN1.2UMUNRUYUL OUNUSNRE3NPLULE P AUGPL A6 LESPUULUTL
ShhULHNPE3NPLULELP UUULUA3NR,
LACUOPULLENP USNPGUUL LULLNARE3NPLLENP TLUSPE
(Ndh Uty E 2003 @dh Uwuphth 14-hg)
Y& USJYU.O
Udpnnouljuit thuutnwpnptpp wuhwugkint hwdup, gptgip Utippnhhoyup Auiduh
Sumnpnugnipyut Uwpduhu)

U3U oUuNh8USP L FUSUSMNU | (@6 PL2MGU 261 Gh 261 uNMU.OUh ULRUSULUUL
Gh fgCUULUUL SEEBUNRE-3NPLULENE UWULGLP ULh'ub ¢NMOUOTEL Gh SCUNMUNUUEL Gh
06 bL2MGU NhR UMM GR 2602 FGIEL USU SEAGUNRE-3NhLULE L: UL N
GLR UM UL NhGURDRN:

PFwduh Ophtwuwt Mupunwdnpnipyniup:  Fuptwlguht e Lwhwiqught optuputpn
uwhvwtwtwynd Bu gnpéwdnipniup, wwhwwunwp b pwugwhwinnwp wuhwnwluwt b
pdujut mbntynpywl npp Atinp E ptpygtp nptit, Lwhwtquht gnpdwlupnipyut Ynnuhg, b
wuwhwgnid £ npnowjh dwunigwgntp ninupty wju wthwinutpht npnug nbntynipyniuutpp
wuwhywudnd Gu: Uyu optupubnht hwdwadwju, nnip bt tpwup npnup ntntinipiniu Gu
wwwhnynid, mbntjugynid Gt htntguwinyg.

‘Unpwohuutph Unniquuwtu Luunipjut Opugph hwdwp Fwuduh Lhugnpnipyniup o
‘Lujunulp: Unnnswwwhwjwt Ownwynipyniuttph fudhtp hwudupnid £ unpudth unniguwt
puunipyut Jtpwptpjuy ntntynipyniuutp husgybu poyiunpdnid b Unnpswuywhnipyut G
Uwwhnynipjutt Optuputiph Swwnduwdutph (Health and Safety Code Sections) 124980, 125000,
125001, 125025, tir 125030 Ynnuhg: Uju ntntynipiniuttpp hwquwpdnwd Gu fEyunpnuwghu
Uhgngutinny Lt Ubpwnnwi Gu wytuhuh wbnGynipyniuttp htswhuhp Gu 26p wuntup, hwugku, 2tq
tit 2tp unpuwduht wpynn pdjujut jutwdpp: Lutnipniup wwhwusynid b opkuph
Unnnowwywhnipywt Gt Uywhnynipjut Optupttiph Swnduwd 125000) tr uunuutph Ynnthg
(17 CCR 6500-hg thuskr 6510) huyj tpt wwhwisdwd ntntynipinittpp & wwwhnddnid,
wpyniupnid wjunnwhwpyuwd tnpudhup Jupnn | dwhwtwg Jud dgnwjutnpbtu hwgdwunwd
nwnuw(: Gph nnip puunipyut hwunty niutp Ypnuwyut wewpynieyniiubn, wwuw nnip Jupnn
tip gpuynp «ng» wub] putnipyut hwdwp Gt unnpugptip Aip nptn 2tq funphnipn £ nipdnd ph
Qtp hhduunuwungp, pdholip Gr Yrhuhugh widAtwjuqup qunwulwtwnne 65U (huh Gph 26p
vwunyp pupnnipiniuutp niubtw npnghtinte wyn pwtqupnittpp b ujqpuut sthu
huwyintwptpyty nt pnidyty:

Unnnowyjwhnipyut dkpwptpyup Stntynieyniuutph Oguuwgnpdnidubpp G
Spuyupulndp: Unnnowwywhwljut Ownwjnipintuttph Fwudhtp oquiwugnpdnud | Qtip G Qtp
Unpwdth unniquwt putingeywt vwuht wnnnowwwhwuwl nbntynipiniuutpp, wrnnywwwhwljwu
futwdph  dwnwynipiniuttp wuwhnybng, unniquwt hwdwp Jdwpnofutp unwtwgne, Jupsujut
Uyuwnwlutpny, Gt quwhwnbint nuwdph npulp np ponip b 26p tnpudhtp unwunw tp: Uju
wtintnipinitutphg pwnp wwhywudnid t dhuske 21 wwwph: Stntynieynittpp 36U quiwnybint:

Opkupp Uwht pnyuwnpnid E Fuduht 26p G QGp Utnpwdth ntintynipiniuttpp oguiwgnpdbint
Juu nnipu twpnt hinbyuwyp tunwnnwittpnyg.
® tnwgnuuut nunidtwuhpnipynitttph hwdwp, pugwenipyulp Gpp nnip gpuynp
wwhwugnid tp np 2tp nbntynipiniup sgnpdwddh:
® buquuytpwnipiniutipht, npnup oqunwf tu vtq dbtp wohiwwnwupubpnid, husubu
J&wnpniutph hwduwpniun:

Ujwytu inbntyneiniuutpp dunwd Bt qununth G sk hpuwupupgnd wnwtug 26p gpudnp
(thwgnpnipywy: Gpt nnip unnpugpty tp ntntynieyntuttp hwynubne thwugnpughp, nnip Jupnn
tip httnwquynid hpwdwnyby thwgnpnieyntt gunphbintg nt Juubkguty npbik htinwqu ogunwgnpdnud
Gt hpuwuwpwynwd Juuwudbing tbpnhhgyup wuhwnh htn:

Fwidhup Jupnn E thnputip hp qupswatip nptick;, dudwtwy, Gupwpldting Yhpundnn optiuputpht b
JuunUutipht: Fnip Jupnn tp wuwhwety dtp Utpu Jupswabtth ophtwlp Jud unwtwg
hwybtjwp nbntynipinitu vtp wuhwnh ubthwuwt hpuyniuputph jhpwenwitukph dwuht Juuudbing
Utppnhhgwy wihwnh htnn Jud nhdbinyg dtp huntputiinh www.dhs.cs.gov/gdb hwugbjhti:  “Fnip
Jupnn Gp twht yuwhwugh] wju dwunigugph nuyughp ophtwlyp:
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Uthunuwlwt bpuyniuputp i Stntynipjnitutph 2tep Rtpnid: Fnip hpwydnitp niubp
ntutbnt Jud unwtwne 26p G 26p tnpwéth wnnnswwwhwlwu nbnbnipinitutph ophuwlp
(qnip whwnp £ J&wptp) it unwtwnt wqupuquubph wjt gnigulp npntn dkup Q6p Ge 2tp
Unpwdth wnnnowwywhwljuwt ntntyneniuutpp hpuwwpwtp Gup unniquwt, J&wpnwh Gud
wnusynn Jupswut tyunwlutph htin Juu sniutignn wun&wnutpny: Geb nnip Jupdnw tp np
Qtp Gt 2tp Uunpwdth wpAwtwgnpnipniutph Uhe nikn quwd wtnbynipnitutpp ufuw U jud ny
Inhy, nnip hpwyntup niutip ninnnudutp wwhwgkine: tnip hpwdniup niutp hhdtwynpqud
wwhwtgpubp Ukpjujugubint npyhugh vkup 2tq htn Juwudtup vhwyu gpuydnp Jud wyp
hwugtng, thnuthwht wpynny, Jud htnwjunuwhwdwpny:

“nip Jupnn Gp wwhwgk gpudnp nputugh dbtup uwhdwiuthwtup 26p Gr 26p tnpwdth
wnnnewwywhwuwt ntntynipynitutnh hpwwwpwynp wennswuwhwlwtu futwdph pniddwl,
J&wpnith G Jupsuut tygunwlutpng: Utkquihg sh wuwhwiednid hwdwawjugby 2tp
wuwhwugpht:

Fnnnputipn: Gpt nnip Jupdnwf tp np vkup skup wuwonuwuibky 2tp e 2tp Unpwdth ubithwlwu
hpwdniupp Jud whinty Gup 2Q6p Ge 2tp tnpwdth nptitt hpwdniupp, nnip Jupnn Gp Ubpuyugubp
pnnnp htinwdwjuting Jud gptiny. Privacy Officer, CA Department of Health Services, P.O. Box
997413, Sacramento, CA 95899-7413, 916-445-4646 uu (877) 735-2929 TTY/TDD:

“nip Unylwhu Jupnn p Juudbp twke Secretary of the Department of Health and Human
Services, Office of Civil Rights hwiugting, 50 United Nations Plaza, Room 322, San Francisco, CA
94102, htinwfunu (800) 368-1019: Gw nnip Jupnn tp htnwawjulk] Lunupughwlu
bpwyniupttiph U.. U.UL.-h Qpuukiyul 866-OCR-PRIV (866-627-7748) Jwu 866-788-4989 TTY
hwdwnutpny:

Fwdhup sh Gupnn gqpitp 2tgq 2tp wnnnewwuwhuwljwu jtwdph Uwuwuwnutphg ud nphidk
pwl wub] Juuwubint 2tq nptik wyp Ating Gpt nnip npngkp Gp pnnnplip ud gnpdwdt; wyu
dwunigugpnud ubpjuyuguwé wuhwnh ubtthuljutu hpuwyniupubtpp:

Ffuwiduh htin Swnnpnuljgnipyut Ywug: Uju atth vty Utipfuyugqué nbnbnipiniup
wwhywugnd £ Unnnowywhwluwt Ownwynipyniuttph fuwduh, Shutnhjuljut
Shrwunnipyniutiph Uwutw&ninh §nnuhg: SEubnhjuut Shuutnnipiniuttph Uwutwénmh
Atyuwdupu £ George Cunningham, M.D., 850 Marina Bay Parkway, F175, Richmond, California,
94804 (510-412-1499):

uvyurn uuerpuuspueh OrbvuaGho
Owunigugpuut ti Stintinipyut 2tnp Atpdwt Nwunuwinuwghp

Unwig vnpuuinipyut duwpeudte Utqupnnnipyut it Suduuwp Uguuwnwupughtt Unhph
bpwyniuph Shuntuputiph Ypuw Swuwnwnnd

GQuihdnpuhw Lwhwigh, Unnnswwwhwljut Ownugnipiniiutph AFudhtp futnpuljuitnieynit sh
Uhpwnnid wuupnnnipywt hhuntuph ypw wohtwwnwuph gipgutine Jud hp dpwghpubtpht no
qgnpdntubtinipiniuutpht punniubne G dwu  Juqubine:

Stuoptth Stnwljwip, Office of Civil Rights, 714 P Street, Room 1050, Sacramento, CA 95814,
Towtwydwd t hwdwntnbnt Gt wyyuwhndbnt gnpéwuinipywt upwpyyuonteyntup Uujwnpnn
Uutphyughtutiph Ophtiwighd (ADA) <nnuwé 1l ny funpuuitnipyut wuwhwueputpht: ADA-h
wuwjiwuubpht wnusnn nknbynpniiutpp, G wyuntn tbpuyugqud hpudniuputpp, dwwnskih G
ADA-h Swvwnpnn wuhwwnh dnwn:
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Qhubinpuljut Shywunnipyniiuph UwuttaSyninp

guwiluunuf E dunnnigh] npuwlyuiy ownunipyniliitp

Yuithpnpuhugh pimnwuhpubphtt ti npeniunid k

2tp vhjtwpwiunidutpp i winwewiplinipyniutikpp:

Department of Health Services
Newborn Screening Program
850 Marina Bay Parkway
Richmond, CA 94804

© CA Department of Health Services, Genetic Disease Branch, Newborn Screening Section, <ntuhu, 2005
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